We report on a 13 year old boy with microcephaly, sloping forehead, prominent nose, scoliosis, and flexion contractures involving the elbows and knees. The patient showed severe mental and growth retardation. Since birth and up to the present he has suffered from multiple and varied infections. Immunological studies showed a marked decrease in leucocyte chemotaxis. Clinical and laboratory findings confirm the similarity of this case to the two brothers described by Say et al. We have not found any descriptions of similar patients.
In 1986, Say et all described, in this Journal, two brothers with microcephaly, short stature, developmental delay, and reduced neutrophil chemotaxis.
The present case, together with those previously reported, leads to the assumption that the association of physical malformations and immunological abnormalities found in these patients is not fortuitous but that it reflects a genetic syndrome. of pleural effusion, haemorrhagic varicella, enteritis, hepatitis, and recurrent otitis, on one occasion associated with cellulitis of the ear lobe, which was surgically removed.
Physical examination at the age of 13 showed microcephaly (head circumference -6 DS), weight and height below the 3rd centile, sloping forehead, and ridged metopic suture Case report The proband was the product of a preterm pregnancy of a healthy, non-consanguineous couple. At the time of birth the mother was 21 and the father was 26 years of age. He has a healthy 12 year old sister. There was no relevant family history. The pregnancy was uneventful and there was no exposure to teratogens. Vaginal delivery was at 30 weeks with a birth weight of 1600 g. The neonatal period was uneventful except for the development of umbilical infection. By the end of the first month of life microcephaly was noted; a CT scan reported cerebral atrophy and microcephaly.
The patient later developed bacterial pneumonia with two admissions to hospital because Perandones, Cerretini, Vargas Vera, Aranda, Alba, Pivetta 3 jim pore diameter PVP free polycarbonate filters (Nucleopore, Bethesda, MD). Attractants were diluted in PBS containing 0-1% BSA at indicated concentrations. After incubation for 30 minutes at 37°C in 95% humidified air and 5% C02, filters were removed and cells on the upper surface of the filters were scraped off with a rubber policeman. The filters were then fixed, stained with Diff-Quick (Dade Diagnostics Inc, Aguada, PR), and mounted on a microscope slide. Neutrophil migration was scored by counting the number of cells that reached the lower surface of the filter in five high power (400 x) microscopic fields (HPF) per well. 2 The results are expressed as mean (SEM) of mean triplicate values obtained from a normal donor and the patient.
Leucocyte chemotaxis values were significantly lower in the patient than in the control, as shown in table 1.
Serum protein electrophoresis was within normal limits.
CYTOGENETIC STUDY
One hundred metaphases were analysed in cultured peripheral blood lymphocytes using standard banding techniques at a 400 band level. All metaphases showed a 46,XY karyotype.3 4
Discussion
The coexistence of multiple congenital abnormalities and immunodeficiency is puzzling. Multiple entities with deficiencies in chemotaxis have been described; however, no report describes the syndrome observed by Say et a15 in two sibs and later by us in this case. 5 The interpretation of leucocyte function in vitro must take into account the clinical status of the individual patient, as it is important to define whether abnormal function results in increased susceptibility to infection, or whether it is secondary to other aspects of the patient's condition. 
